Three children have been reported with a combination of iris coloboma, ptosis, hypertelorism, and growth and mental retardation with possible autosomal recessive inheritance. We report a single case whose clinical features encompass this syndrome and Noonan syndrome, and discuss the possible interpretations of this complex phenotype. ( Med Genet 1993;30:425-6) The family history was unremarkable. His parents and his older sister were healthy, mentally normal, and of normal stature. The parents' fundi were normal. Two cousins and a sister of the father were purportedly moderately mentally retarded, but it was not possible to examine them.
The proband in infancy. Note rounded face and curly hair.
regularly at about -3 SD for height until puberty. His The family history was unremarkable. His parents and his older sister were healthy, mentally normal, and of normal stature. The parents' fundi were normal. Two cousins and a sister of the father were purportedly moderately mentally retarded, but it was not possible to examine them. A brother of the father had severe mental retardation attributed to birth trauma. No-one had a Noonan phenotype in family photographs but the paternal grandmother and great grandmother were very short (probably below 150 cm).
Discussion
The initial diagnosis made for this patient was Noonan syndrome. This highly pleiotropic disease shows multiple anomalies,' but, to the best of our knowledge, iris coloboma has only been reported once (unilateral iris coloboma with normal fundus)2 and heterochromia has never been reported. Noonan syndrome is known to be heterogeneous; Noonan-neurofibromatosis syndrome is now proved to be a phenotypic variant of NFI. Baraitser and Winter9 reported three children with a new syndrome of iris coloboma, ptosis, hypertelorism, broad and flat nasal bridge with epicanthus inversus, mental retardation, and postnatal growth retardation. Two of them were sibs born of first cousin Asian parents, thus suggesting autosomal recessive inheritance. One of them had a short neck and low posterior hairline. They share with Noonan syndrome mental and growth retardation, hypertelorism, chubby cheeks, and pointed chin, although, according to the authors, the facial gestalt of the affected children was different. Our patient resembles case 1 of Baraitser and Winter. 9 Several mutually exclusive diagnoses should be considered for our patient: (1) Although we personally favour the second hypothesis, the first hypothesis remains possible, and the third and fourth cannot be confidently rejected at the moment. New reports of patients with colobomahypertelorism-ptosis syndrome will be necessary to clarify this issue. 
